Intellectual Disability Mutations
@ Coffin-Siris Syndrome
@Severe ID/Keefstra Syndrome

K364del

L@«%
K363N,

JRI7H

SMARCB1 (BAF47)

Protein
(47 kDa)

[ N
H 6@, (23 ® 0|
R1SSHIC | ”’55027 515 ASZTIS® T e
GEY
R374QW/P® B] A3s2fs
BR201*
COSMIC Cancer Mutations
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Summary of Coffin-Siris Syndrome Mutations
) ARID1A (BAF250A)
ARID1B (BAF250B)
SMARCA2 (BRM)
SMARCA4 (BRG1)
SMARCB1 (BAF47)
SMARCE1 (BAF57)
DPF2 (BAF45D)
ARID2 (BAF200)*
SOX11
PHF6
Unknown
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mSWI/SNF family complexes
(BAF, PBAF, and ncBAF)
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